Cytogenetic investigations in trisomy 21 with reciprocal 4/9 translocation: report of a case.
A 3-month-old male infant with Down's syndrome resulting from de novo trisomy 21 had an additional reciprocal translocation between the long arms of chromosomes 4 and 9: 47,XY,+21,rcp t(4;9)(q35;q22.3). Both C- and Ag-NOR bandings showed that the extra chromosome 21 was maternal in origin, but that the translocated chromosome 9 was from the father. To evaluate the nature of the translocation, fluorescence in situ hybridization (FISH) with whole chromosome painting probes (Coatasomes 4 & 9), followed by an enzymatic precipitation (HRP-DAB) assay was used. Whole chromosome FISH demonstrated the origin of the translocated region and clarified the karyotype. Enzymatic methods achieved the same result and were kept as a permanent record.